There have been four cases in which mosaic trisomy 12 has been confirmed in tissues from liveborn persons. These comprise a 36 year old moderately mentally retarded woman with abnormal facies, short stature, and neuromuscular defects, a child with multiple malformations who died at the age of 5 weeks, a girl with normal cognitive function at 6 years of age but who is described as clumsy, and a 31 year old man with infertility and situs inversus (table) .
We present the case of a 7 year old girl with trisomy 12 mosaicism and a combination of abnormalities that differs from the other four liveborn cases, and discuss the problems of prenatal detection of this chromosome abnormality.
Case report
The proband was the first child of unrelated white parents, the mother aged 26 blasts from a skin biopsy taken at the time of operation from apparently normal skin at the edge of the thoracic incision showed trisomy 12 in three out of 33 cells (9%). A repeat skin biopsy taken from apparently normal skin of the forearm showed three out of 23 cells with trisomy 12 (13%). Re-examination of the original neonatal blood slides showed trisomy 12 in two cells out of 500 (0-4%).
A cultured fibroblastic cell line from the patient, stored in liquid nitrogen, is available (reference number F92/0255). 
Discussion
The phenotype associated with trisomy 12 mosaicism is poorly defined. The limited overlap of features of the present case with those previously published is indicated in the table in bold. Although short stature, scoliosis, and neurological complications were apparent in both our patient and case 1, the latter was also microcephalic, with moderate mental retardation and different dysmorphic features. The more complex heart defect which led to the death of case 2 at 5 weeks of age precludes detailed comparison with our case. In common with our patient, case 3 has normal mental development and the possibility of a neurological defect since she is described as clumsy. and this emphasises the importance of chromosome analysis of skin fibroblasts in such subjects even if the blood karyotype is initially found to be apparently normal.
